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An 8-year-old child on continuous ambulatory peritoneal
dialysis was referred with recurrent convulsions. She was the
first child of a nonconsanguineous marriage. Her milestones
were delayed and she had generalized hypotonia of muscles.
She was diagnosed to have ‘cerebral palsy with end-stage kidney
disease’ and had been on continuous ambulatory peritoneal
dialysis since the age of four. She is on continuous ambulatory
peritoneal dialysis since then. Clinical examination revealed
pigmentary retinopathy, nystagmus, ptosis, and generalized
hypotonia. Magnetic resonance imaging of the brain showed
the characteristic ‘molar tooth sign’ (Figure 1). Ultrasound
revealed small kidneys with loss of corticomedullary differ-
entiation and numerous cysts. This constellation of signs and
symptoms is diagnostic of the Joubert syndrome (Figure 2).
Joubert syndrome belongs to the group of ‘cerebello-oculo-
renal syndromes’, is an autosomal recessive disorder charac-
terized by midline cerebellar vermis hypoplasia, deepened
interpeduncular fossa, and thick elongated superior cere-
bellar peduncles (these together constitute molar tooth sign),
hypotonia, developmental delay, and mental retardation. It
was first described by Marie Joubert and coworkers in 1969.
Renal involvement has been described in 30% of patients
with Joubert syndrome. Two forms are described. Cystic
dysplasia with fetal lobulations of immature kidneys is
referred to as Dekaban–Arima syndrome. The second form as
seen in our patient is the pattern of juvenile nephronopthisis.
Studies have shown strong associations between retinal and
renal manifestations. Eye manifestations include oculomotor
apraxia, nystagmus (horizontal, torsional, or rotary),
strabismus, ambylopia, and ptosis. Third nerve palsy,
pigmentary retinopathy, and ocular colobomas have also
been described. Skeletal manifestations include polydactyly
and scoliosis. About 6% develop hepatic fibrosis progressing
to end-stage liver disease. Treatment is mainly supportive.
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Figure 1 | Magnetic resonance imaging of the brain showing
the characteristic molar tooth sign. There is also deepened
interpeduncular fossa, vermis hypoplasia, and thick elongated and
reoriented superior cerebellar peduncles.
Figure 2 | The child on continuous ambulatory peritoneal
dialysis showing generalized hypotonia, ptosis, and
strabismus. (Reproduced with permission.)
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